We report a case of a female infant with a de novo deletion of the short arm of chromosome 9, sex reversal, and an apparently intact SRY gene. Sex reversal has been reported in a number of subjects with a normal Y chromosome and a deletion of the terminal segment of the short arm of chromosome 9. The factors controlling early development of the male testes are unknown. There are likely to be many genes involved and we present additional evidence that one of these is situated on the end of the short arm of chromosome 9. (J Med Genet 1993;30:518-20) The primary event in the determination of male and female sex is dependent on the presence or absence of the sex determining region of the Y chromosome (SRY).1 Sex reversal has been reported in a number of subjects with a Y chromosome and a terminal deletion of the short arm of chromosome 9.2-6 These cases involved translocation of chromosome 9 with other chromosomes and therefore they were trisomic for part of another chromosome in addition to being monosomic for terminal 9p. We report a case of a sex reversed female infant with a de novo deletion of the distal short arm of chromosome 9, sex reversal, and an apparently intact SRY gene. Figure 1 Partial G banded metaphase to show deleted chromosome 9 with apparently terminal deletion of the short arm del (9) (p2305). Frozen fibroblasts from the proband are banked at Guy's Hospital, reference 90/3077.
The association of 9p deletion with ambiguous genitalia has been previously reported. '7 18 There are five recorded cases of females with a 46,XY karyotype and a chromosome 9p deletion.2-In all the cases reported except one5 they were products of a familial translocation. In one case the father had a questionable chromosome 9 and chromosome 'painting' showed a 4;9 translocation.6 The most distal breaks reported are at 9p2456 and the most proximal at 9p213 (table). This would suggest that the 9p24 band is involved in production of the male phenotype.
The mechanism by which the loss of one copy of a gene by chromosomal deletion can del (9 Summary of patients with sex reversal and deletions of the distal short arm of chromosome 9. 
